A case of blepharophimosis, ptosis, and epicanthus inversus (BPES) associated with prenatally diagnosed diaphragmatic hernia and interstitial deletion of the long arm of chromosome 3, del(3)(q21q23), is reported. Comparison with other cases of BPES resulting from 3q rearrangements indicate that this disorder, previously assigned to 3q2, can now be more accurately mapped to 3q23.
(J7 Med Genet 1994;31:647-648)
The association of blepharophimosis, ptosis, and epicanthus inversus (BPES) with structural rearrangements of 3q has been reported for both familial' and de novo23 translocations and several interstitial deletions,s'0 including one forming part of a complex de novo rearrangement involving two other chromosomes7 and one derived from a familial inserted translocation. 8 We report a further case of a small de novo interstitial deletion resulting in the classic features of BPES complicated by diaphragmatic hernia detected prenatally. The missing chromosome segment can be unequivocally defined, having only minimal overlap with several previously described deletions, allowing BPES to be mapped conclusively to 3q23. We interpret these data as indicating location of BPES within 3q23, with preference for the more proximal part of that band. The unusual presentation, in our case, of diaphragmatic hernia detected prenatally has not been associated with other published examples of 3q deletions with BPES and is not a feature of the familial form of the disorder.
Recognition of further cytogenetic microdeletions involving 3q23, particularly the q22 interface, will allow the localisation of a minimal region of overlap and the eventual molecular identification of the contiguous gene sequence whose deletion or loss of function is responsible for BPES.
